Atypical macular coloboma (dysplasia) associated with familial juvenile nephronophthisis and skeletal abnormality.
A malformation association comprising bilateral atypical macular coloboma, familial juvenile nephronophthisis and mesomelic skeletal dysplasia of upper limbs with bilateral radiohumeral fusion is reported in two sisters. The association seems to represent a new, probably autosomal recessive, oculo-reno-skeletal syndrome.